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classical phenylketonuria (PKU) =

variant PKU =

biopterin disorders (4 types) m

argininemia/arginase deficiency =

argininosuccinic acid lyase deficiency (ASAL deficiency) =

citrullinemia, Type I/argininosuccinic acid synthetase deficiency m
(ASAS deficiency)

citrullinemia, Type II (citrin deficiency) m

gyrate atrophy of the choroid and retina =

homocitrullinuria, hyperornithinemia, hyperammonemia — HHH =

homocystinuria/cystathionine beta-synthase deficiency (CBS deficiency) m

methionine adenosyltransferase deficiency (MAT deficiency) m

maple syrup urine disease — (MSUD) =

non-ketotic hyperglycinemia m

prolinemia =

tyrosinemia m

LIS o) sl b slonials .C

2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency m
2-methylbutyryl-CoA dehydrogenase deficiency =
3-hydroxy-3-methylglutaryl-CoA lyase deficiency m
(HMGCoA lyase deficiency)
3-methylcrotonyl-CoA carboxylase deficiency (3MCC deficiency) m
3-methylglutaconic aciduria (MGA), Type I =
(3-methylglutaconyl-CoA hydratase deficiency)

(a2 asdo > adlsf)
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5-oxoprolinuria m

beta-ketothiolase deficiency (BKT) m
ethylmalonic encephalopathy (EE) =
glutaric acidemia type-1 (GA-1) =
isobutyryl-CoA dehydrogenase deficiency m
isovaleric acidemia (IVA) m

malonic aciduria =

methylmalonic acidemia, mut — m
methylmalonic acidemia, mut 0 m
methylmalonic acidemia (Cbl A, B) =
methylmalonic acidemia (Cbl C, D) =
multiple carboxylase deficiency (MCD) m
propionic acidemia (PA) =

Cy slaas pash sanS gla bt D

carnitine transporter deficiency =
carnitine-acylcarnitine translocase deficiency (CAT deficiency) m
carnitine palmitoyl transferase deficiency-type 1 (CPT-1 deficiency) =
carnitine palmitoyl transferase deficiency-type 2 (CPT-2 deficiency) =
long chain hydroxyacyl-CoA dehydrogenase deficiency =
(LCHAD deficiency)
medium chain acyl-CoA dehydrogenase deficiency (MCAD deficiency) =
multiple acyl-CoA dehydrogenase deficiency (MAD deficiency)/ m
glutaric acidemia type-2 (GA-2)
short chain acyl-CoA dehydrogenase deficiency (SCAD deficiency) m
trifunctional protein deficiency (TFP deficiency) m
very long chain acyl-CoA dehydrogenase deficiency (VLCAD deficiency) =

s aud slo g)loials 1

primary congenital hypothyroidism =
variant hypothyroidism =
congenital adrenal hyperplasia-salt wasting (21-hydroxylase deficiency) =
congenital adrenal hyperplasia-simple virilizing =
(21-hydroxylase deficiency)

SeolSocn slo gylouiats JIT

sickle cell anemia (Hb S/S disease) m

sickle C disease (Hb S/C disease) m

sickle D disease (Hb S/D discase) m

sickle E disease (Hb S/E disease) =

Hb S/hereditary persistence of fetal hemoglobin (Hb S/HPFH) =
sickle cell disease variant (other sickle cell disease, Hb S/V) =
Hb S/Beta’ thalassemia m

Hb S/Beta” thalassemia =

Hb C disease (Hb CC) =

Hb D disease (Hb DD) =

alpha thalassemia major m

(A_Lg Aoy A.AM)
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Hb H discase =

Hb H/Constant Spring disease m
beta thalassemia major =

Hb E/Beta’ thalassemia m

Hb E/Beta” thalassemia m

Hb E/Delta Beta thalassemia m
Hb C/Beta’ thalassemia m

Hb C/Beta” thalassemia m

Hb D/Beta’ thalassemia m

Hb D/Beta® thalassemia m

Hb Variant/Beta’ thalassemia m
Hb Variant/Beta® thalassemia m
other hemoglobinopathies (Hb variants) =

g o)alygs (8 baaliinn clnlall anliy o)l ys yidens leMal g)
aabip ol 3yb 3) a8 lglon cond ()
$59alS uyah as Lalal 3y S sy oS oo
www.dhs.ca.gov/gdb
S cLis Newborn Screening, o) psasws 9 3S a2>ya

www.dhs.ca.gov/gdb

12




pola 29> «‘.\.&& 3 oS A¥gawm

13



Oy cblas g gogeass 3)gw Siledb 4y bogapa g5

L LS isiofigey iloass 0ylal Ly 5o (§)lomy Al
(2003 st 14 1,21 g)5) otst05 51 ssoLive Srlilejl aobip
sbaist jedo ay

(S A0 (il 53 0 183 ol 4y 0y1af Ly ool S s usalgsya (5154)

339 3393 0 Liatie L Londs Sy g prasnh wleMol aig s 4 cowl ol yKiles 45T ool
s oleMbsl ol 4y adiles o 4.»95’_? Lol g a9y aibldf 6,800 jLast jo b 2y 4,8 calasawl
aiS jgp0 ciba bl of Lt oS fay

oleMbl Fublif  Las ja g 5)lagSo oalaianl S3Ibl g J1)ad ouilgd woylal ol Sgld adaldg

313 0 yyia i g jlaw 50 3980 oaal cway S3Ib) plojlaw cly ol aS ) Sy g S
Sl g 5o agab oalianyd o 5o LgST oasd 5,lag S Ll wledbl aS olsil sl aS
TV o nlfi).’o_) 3ylgw0 31 a3 02,8 dunye |y wleMbl ool 45 u._oLg.ti 9 Loy (yuilgd oyl

bgayo oledb) Lidlagy oloas oyl wylafjed §1 sadlaio cilaiule)l aoblis §lm 3l oyl jotaia g yLuis:
125000 9 124980 5‘.& uu_s..g 'u"""." 9 \_\_l.\)'-\.s.l ”.'u A ..a.h.c AS ') \J"b?" 5‘ b.\.hl;.u.a \_an.u.!Lo)I ]
ok aleMbsl ol iS5yl g cowl aaddh asslid jlawe 125030 4 125025 4 125001 4
Loy 4y 45 ol cunblio g Lot uyal g ol s 51 il (53,150 Jols g 290 0 (5] o> 539l S

g (il 5 cdbilagy 0gits 125000 jirs) 4eils Gubs wliinlojl ol ALES .ol aads auinye glisled
a9 auinye y185 390 wiledal dilis g ol Lol (6510 culsd 6500 5 L oo 17) wilyyie
0.y| PL@J a c.....».i,...m.\.n JJX: a Lq_n:u)f' ag.u:)_x...o)l.....aubl)g.v u.a.yla H.JQJ_‘LA L &ﬁmulg.vu.‘c
A4S auiS Laal Iy gayd g sty "' u|9_> ildulajl gof 4y 58 jelday auiles o auls palyiel eildula)l
oanii adle o g bwlinh gdge 4y Lo 5)lnials ol a8 Juds plag oliSagS asilin aos ;0 £l Losd 4y
29 adlg Jodawo Ll S GUS)LS g 1580 i lass a9 5)lau by JSiio jlaa o

L Lo la.g.v ol 5 u"""""ﬁ" ailoas oylsf ,...wla.e.n Sledbl yalgs jLasf 55 g eslaiawl
suabiio sliulefl 4y bogsro cilllas isl idlags sloss iy sl aasline pausuidss sl olialied
oslaiwl oS = cedlys oliSae S L Lol oS ,.lLA Cesblyo g wloas s S ))91).! 9.5l swolio sl
ey ablg 5 Shigyd dy wledbl gl Lagd s §)lag S Jhw 271 5 wledol ol 5 ney .aiS S0

¥ 4y s olislies L Lot oliys Lo 4§ 3Ledllol 51 4S st o sjlal o)13) ol s raiead 93L3 ol
fads 1y oy s JList s by of L A5 oslatwl
Sledbl 45 4iS cuwlgs s pasaiine 5 kS ey Lok aSHT €0 Lilind® aslio sl ®
2250 4,8 oalaiawl 2yg0 Lol 4y Jogayo
colbdliao Jouog wllas Juud 51 aiiS 0 claS Lo wldoc a4y aS ol ylojlaw iy ®

PRV a8 B (55K Jhias ) Lasd S ojlal (g g 0290 adloyo Sledbl ol cyguaisl il 5o
B 285 5l asiles o Jazy auiS Laol |y wleMbf oyl a:LgJ)L:.L‘:J 33 3 mls 4l colsy el Lol
i S g2 T 1y ojlat ol 4oy 53 0anb ;S35 s b gulé b ol galgs jhast 5o g wledsf o 51 oalass Y]

029 1) 295 o Jas g L cowliww ailgS 5o loj 1 50 )l Sil)3a0 g (uiled s a9 Ly o)l oo
Lo gy 0ybya iy leSlal aygl sy Ly Lo syl Lo csulins 5 oSy casalys sl aiS
S90S Gyl 4y b 30 & Gl 5 53 0ah , S5 g by auilgs o oguas 3ylg0 b alayl) s Lo

SIS ol auilyl ;0 jelaiies Led .auiS asalye WWW.dhs.Ca.goV/GAD Lis 4y Lo
.:).‘.S’ﬂ)qu_ni:)L,‘.L&l)a.‘\.éLSgg)).!a.\_& yL?g_:SuS_ld.S

14



obialigd by 293 4y Togupo piiilagy wledol 4y ayyls G Loy wle Mol dy pmiiinss 9 52,8 Goior
Lody ay Logiyo wleMbl Lo aS 50)l90 conunnd g i S cidlyys ) uiu-.‘S g A.:_n."uLv aiadls JEETpS V)
(q.ﬂ 0als I8 ‘5)5._.: Hhast ya sylsl aolao b \;‘_~}-|.\)._! 5! [ XYY G ) yul u.L_vx.u‘ Iy obialyes b
0agys dy Iogyya wileSal Loy a5 4y 81 ()0 5 yo 51 aisd Lassh 51y ,LS of) sy a4zl
239 guead alogyo 3)lg0 4 A€ cowlgs)y ayyls 3 sl gadl b puses jil olialies b Lansy
Ly i s pwlf i oy Jaid Lands L 4 S sl Lo 31 dlaio ¥ apls g Lo
2l wglita pals oplosds by i Ggaiuo by ouysl cly Guydo 5l Lo slo ulé b lil<a

2ylgw ay dndd 1y ylialjes g Lo ay boguyo wiledol Lo 4S S cowlgsys iS jetay ailgd o Lo
Cowlgsyo b aS i abgo bo L mudS 9aa 5] swoldo g )lswe wus oy adleo ay bogyyo
@S cddlgo Lo

Lads 1y gbalies b Laos a4y bagspo uoguas 3lga Lo aS ariansd joby ol 1 Lo ;1 — Sl

L S by bl joday ailes 5o eal 02 jol liSaeS Ly Lo G9d> 5 plaS 0 ay Ly ol 02,55
,Privacy Officer (oS il 595 cul S g a8, julé ) gyl

CA Department of Health Services, P.O. Box 997413, Sacramento, CA 95899-7413,
TTY/TDD (877) 735-2929 L; lgishs o5 a1,/ 51,0 g 916-445-4646

o3l 4y il 0 jedaiias Lo

,Secretary of the Department of Health and Human Services

Office for Civil Rights, 50 United Nations Plaza, Room 322, San Francisco, CA,

a3 0a>io ¥l ae Ged yids a3 b g wupn € pulz (800) 368-1019 il o)los Ly 94102
caaiyy K55 BB6-788-4989 Isihs @5 1,8 51, 9 .866-OCR-PRIV (866-627-7748) o)Lanis

S 0alaanl gET ol 43 Ty puoguas G9d 3 Al 18 5 Ly auiS ColSd aalgsy 451
SILS ot Ly oS il 1) Loy piilifagyy SLil50 5 pIaS s ailg od puiifagy Silaas- oyfaf
] e u.:.mi Lol Ay aS oo Pl;l

Ly slo sylawm ave b Sidilagy wloas oylsl nsgs ppd ol 5 zyaie wledol — o faf by yulé
L) she s)law il pud) gl 0 5)lag Ko

George Cunningham, M.D., 850 Marina Bay Parkway, F175,

.Richmond, California 94804, (510-412-1499)

Cdolro §hyls HlailSymal H9Ld
SleMbl Ay mbispiitsd § g-S] Al

9 cedoles sbiva p pae s pac cowlw
el solao sla cusyd auily

dLb \LA._t_JL!J 9 La A.QL‘U.Q A s g u:\:)._v.\._v L_v F[A.‘a.‘i_uﬂ)a Ly).a.g."S nLJL_l[ u.hlv‘.\.g.v aloas b)h'
2agd 4 S G s endgle s slive o o

714 P Street, Room 1050, Sacramento, CA 95814 usl . Liaw §9d> yids yuan poleo
0338 31 1 olgic jo yaie pare s pac 4y bogyo cilyydo culey y oyllas g Lo codles ,Sialos sl
o 4y bgiye wledol ol ai gasdivg oylsf gof byl 51 (ADA) codeles syl olslSoyof

Lo s J.vu ADA ocaiis Liales Lr u.\:u Lé.v_).b )‘ Oi BE) [ Adye Gga> g ADA

15



331y ) Ay Sileas col Jule Y S sl glows ane S

ol sl gimsins § il 31 gt 4158 L ya LS sLa aalgils L

S 0 Jldoias Lol

Department of Health Services
Newborn Screening Program
850 Marina Bay Parkway
Richmond, CA 94804

© CA Department of Health Services, Genetic Disease Branch, Newborn Screening Section, ys-, 2005

16



